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BRCA 1/2 - ACCOIITMMPOBAHHBIN PAK MOJIOYHOM KEJIE3BI,
OCOBEHHOCTHU IMATHOCTHUKH U JIEYEHUA
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Cmapwuii npenooasamenv Kagheopvl OHKOI02Ul,
OHKO2EMAMON02UU U paouayuoHHou oukoroeuu, PhD

Annoranmusi: BRCAL/2-acconnmpoBaHHbIi  pak  MOJOYHOH  JKEJIe3bl
Npe/cTaBisgeT coO0OM HacIeACTBEHHO OOYCIOBIEHHYIO (OpMY 3J710Ka4eCTBEHHBIX
HOBOOOpa3oBaHui, cBsi3anHyto ¢ mytanusmu B reHax BRCA1 u BRCA2, urparommx
KIoueByto posib B penapauun IHK. JlanHbIil TMD paka XapakTepuU3yeTCsi paHHUM
BO3pacTOM MAaHH(ECTAlMU, arpeCCUBHBIM TE€YEHHUEM M OCOOBIMH MOJIEKYJIAPHO-
OMOJIOTUYECKUMH  XapaKTepUCTUKaMH. B cTarbe paccMOTPEHbl COBPEMEHHBIE
MOJIXO/IbI K JIMarHOCTUKE, BKJIIOYAs TE€HETUYECKOE TECTUPOBAHUE,
MMMYHOTHUCTOXUMHUYECKUE U MOJIEKYJISIPHBIE METOIbI, & TAK)KE OCOOCHHOCTH JICUEHHUS
C MPUMEHEHHEM TapreTHOM Tepanuu, XUMHOTEpanud U MNPOPUIAKTHUECKUX
XUPYPTHYECKUX BMEIIATEIIbCTB.

KiawueBbie ciaoBa: BRCAI, BRCA2, pak MoJIOYHOH  >KeJie3bl,
HACJIEJICTBEHHBIN paK, reHeThdeckoe tectupoBaHue, PARP-uHruouTopsl, Tapretuas
Tepanusi, IpouIaKTHIEeCKasi MaCTIKTOMUSL.

Pak MoOJ0O4YHOI >Kene3bl OCTaéTcsi OJHOM W3 Hauboyiee pPacHpOCTPAHEHHBIX
OHKOJIOTUYECKHUX MAaTOJIOTUN Cpelin KEHIUH BO BCEM Mupe. Ocoboe MecTo 3aHUMaeT
HAaCJIEJICTBEHHBIN pak, cBsa3aHHbId ¢ Mmyrtamusmu B reHax BRCA1 u BRCA2.
HocuTenbCTBO 3TUX MyTalMii 3HAYUTEIBHO MOBBIIIAET ITOKU3HEHHBIA PUCK Pa3BUTHS
paka MOJIOYHOW JKelie3bl U SMYHUKOB. AKTyanbHOCTh u3yueHuss BRCA-
aCCOLIMMPOBAHHOIO paka oOO0yCJOBJI€HAa BO3MOXHOCTbIO paHHEH JAMArHOCTUKH,
MEPCOHAIM3UPOBAHHOTO JICUEHHS U TPOPUIAKTUKH 3200JI€BAHMUS.

CoBpeMeHHbIE HCCIEAOBAHUS MOATBepxkaaroT, uro myranuu BRCAI1 game
aCCOLIMMPYIOTCA C TPWXKIbl HEraTHMBHBIM PAaKOM MOJIOYHOW JKEJIE3bl, TOrJa Kak
myTtaiun BRCA2 — ¢ ropMOH-TIOJIOKHUTENBHBIMA ONYXOJSIMU. B mureparype
MOAPOOHO OMHMCaHbl MEXAaHW3MbI HApYIIEHUsS roMmojornyHoW pekomOuHanuu JIHK,
OpPUBOJAIIME K TEHOMHOW HECTaOMIbHOCTH. MHOTOYHUCIIEHHbIE KIUHUYECKHE
MCCJIEI0BAHMS MOCTEAHUX JET NEMOHCTPUPYIOT 3ddhekTuBHOCT, PARP-uHrnouropos
y mamueHTok ¢ BRCA-MyTtanusmu, 4To CTaJO OPOPHIBOM B JICYEHHH JaHHOU
KaTeropuu OOJbHBIX.

BRCA1/2-accoruupoBaHHblii pak MOJOYHON JKEIe3bl MPEACTaBIsIeT COO0M
HACJEACTBEHHYIO (QopMy 3abojeBaHUs, OOYCIOBIEHHYI0 HAJIMYMEM MATOTEHHBIX
repMUHaIbHBIX (3apoAsiiieBbix) BapuaHToB B reHax BRCA1 wnn BRCA2. OTu renst
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Y4acTBYIOT B penapanuu AByxuenodeuyHslx paspsiBoB JIHK myTém romonormunon
pEeKOMOMHAIMK, U MX WHAKTUBAIMS MPUBOAUT K BBIPAXKEHHOM TE€HOMHOMN
HECTAOMJIBHOCTH, YTO PE3KO MOBBIIIAET PUCK PA3BUTHUS OMYXOJICH.

[To cocrosiHuio Ha Havano 2026 roja OCHOBHBIE MOJXOJbI K UAarHOCTUKE U
JICYEHUIO OCTAlOTCSA TocienoBaTeibHbiMU ¢ pekoMenaamusiMu RUSSCO 2025,
NCCN/ESMO/ASCO 2024-2025 ¢ yuérom A0onrocpovHbIX aaHHBIX OlympiA wu
peanbHOro MUPOBOTO onbiTa IpuMeHeHus: PARP-uHruouTopos.

DONUIeMHUOJIOTHS U KITMHUKO-MOP(OIOTHIECKHE 0COOCHHOCTH

- Yacrora repmuHanpHbix MyTaruii BRCA1/2 B o0miedt monmynsiun —
npumepHo 1:400—1:800, 3HauuTenbHO BhIIe B momyssnusax ¢ founder-adgdexrom
(BOCTOYHBIE CNTaBAHE, AlIKEHA3bI, UCTAHALBI U Jp.).

- Kymynsrusnsiit puck passutuss PMX k 70 romam: BRCA1 — 55-72 %,
BRCA2 — 4569 %.

- BRCALl-accomuupoBannbsiii PMX gare manudectupyet B MOJIOI0M BO3pacTe
(Mmemuana 40-45 7et), xapakTepuU3yeTCs BBICOKOM CTEMEHBIO 3JI0KAYECTBEHHOCTH
(G3), Ttpwxnael HeratuBHbIM (denotunom (TNBC) B 60-80 % ciydaes,
0a3aJpHOMOJOOHBPIM TIOJITUIIOM, BBICOKMM mposudepatuBHbIM uHjekcoM (Ki-67
gacTto >50-70 %), MeTyJUIIPHBIM WJIA alTOKPUHOBBIM TMCTOJIOTMYECKUM BapUAHTOM.

- BRCAZ2-accommupoBanneiii PMXK wame mmeer JIOMUHANBHBIN (EHOTHUIT
(ER+/PR+), mpoMexyTOUYHYIO CTENEeHb 3710KauecTBeHHOCTH ((G2), moBeeHNe OIIMKe K
criopaguueckomy PMOK.

- O61IMe 0COOCHHOCTH: OUYE€Hb BBICOKUM pUCK KOHTpasiarepaibHoro PMIXK (30—
50 % 3a 10—20 sieT), MOBBIIMICHHBIN PUCK paKa SUYHUKOB/MATOYHBIX TPYO/OPIOIITNHBI,
paka MopKey109HOM JKeJe3bl, paka MpOoCTaThl (Y MY>KYHH), MEJTAHOMBI.

- IlporHo3 mpu coBpemeHHOM JedeHuu (Bkitouyas PARP-unruOurtopsl) y
HocutenbHul] BRCA1/2 yacTo comocTaBuM WIIM JaXKe JIyYIlle, 9YeM y TMaIlUeHTOK CO
criopagnueckuM PMOK Toii ke cramuu, 3a CYET BBIPA)KEHHOM YyBCTBUTEIBHOCTU K
matuae u PARP-unru6butopam.

Jlnarnoctuka

['eHeTHYECKOE TECTUPOBAHUE

[Tokazanmst (RUSSCO 2025, agantupoBano k ASCO/SSO/NCCN/ESMO):

- PMX B Bo3pacte < 50—65 net (B pa3HbIX pEKOMEHAAIUSAX OPOT BAPbUPYET OT
50 o 65 ner).

- TNBC B 11000M BO3pacrTe.

- bunarepanbHbiil (CHHXpOHHBINH/MeTaxpoHHbI) PMIK.

- PMX + snurenuanbHbli pak SIMYHUKOB/MATOYHBIX TPYO/TIEPBUYHBIN pak
OPIONIMHBI WM SK30KPUHHBIN paK MOHKEITyT0YHOM JKeTe3hl.

- PMXX y myxunH.
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- OTAaroméHHbIi CEMEMHBIN aHaMHe3 (PMX/paxk
SIMYHUKOB/TIOKeNTy0uHOM/ipocTathl <50 yieT y poAcTBeHHUKOB 1-2 crenenu, PMK
y My>4uH, n3BectHoie myTann BRCA B cembe).

B ciiaBAHCKUX NOMyJISINUAX IEPBUYHBIA CKPUHUHT YacTo HaunHaercs ¢ [ILP Ha
HanoOonee gacteie founder-myranuun BRCA1 (5382insC, 4153delA, 300T>G u ap.).
[Ipu oTpuaTeIbHOM pe3yabTaTe U HAIMYKMY MMOKa3aHUN — nepexo K noHoMy NGS-
anamu3zy BRCA1/2 (u xenarensrHo manenn HRR-renoB). Y HecnaBSHCKUX ATHOCOB
pekomenayercs cpazy NGS.

TectupoBanue o6s13atenbHO npu MetactatndeckoM HER2-neratnsHOM PMOK
(eciu paHee HE MPOBOAMIOCH), TAK KaK OMpeAeIsieT BO3MOXKHOCTh Ha3HaueHus: PARP-
UHTUOUTOPOB.

NHcTpyMeHTallbHAs AMArHOCTHKA

- O6s3arenbHa OmnarepanbHas maMmMorpadus + Y3 MOJTOUYHBIX JKelies.

- MPT moinounbIx xene3 — MetoA BbiOopa y HocuTenbHUL] BRCA (Bbicokas
IJIOTHOCTh TKaHW, MOJIOJOW BO3pAacT, HMMIUIAHTHI, HEOOXOIUMOCTh HCKIIOUUTH
MYJIbTH(OKATEHOCTH/OMIIaTEPaTbHOCTD ).

Mopddoiornueckoe ¥ UIMMYHOTHCTOXMMHYECKOE HCCIIEI0BaHNE

Oo6s3arensHo no Havana iedenus: ER, PR, HER2 (IHC/FISH), Ki-67. BRCA1-
omyxoiu game TNBC ¢ Beicokum Ki-67, BRCA2 — garie ropMOHO3aBHUCUMBIE.

Jleuenue

XHUPYypPrudecKoe JeUEHUE

- OprasocoxpaHSoIIass onepanus WM MAacTIKTOMHS — IO CTaHJAPTHBIM
MOKa3aHUsM (CTaJus, pa3Mep, KeJaHue MalueHTKH, KOCMETUYECKUN pe3yIbTar).

- [Ipounaktuyeckas KOHTpaiaTepaibHasi MAaCTIKTOMUS aKTUBHO 00CYXJ1aeTCst
(camxaet puck Broporo PMX Ha 90-95 %).

- Ilpodunaktrueckas  canbnuHroo(op3kTOMHs  (TOCHE  3aBEpILICHUS
JETOPOXKIEHUS) — CHIDKAET PUCK paka ssMdHUKOB Ha 80—96 %, a Takke yMEHBIIAeT
puck perauauea PMOK u ynydiiaet BBKUBAEMOCTb.

HeoanbproBaHTHas 1 abIOBAHTHASI CHCTEMHAS TEPAITHS

- Ilpu TNBC: anTpanukiuHbl + TakcaHbl + KapOOIUIaTUH (TTOBBIIICHHAS
qyBCcTBUTENBHOCT BRCA-omyxoiei k miaTuHe).

- Ilppy TrOpMOHO3aBUCMMOM MOATUIIE — CTaHAAPTHBIE CXEMbl +
SHAOKPUHOTEpAIUSI.
- Ilpu HER2-nmonoxurenbHoM — cTraHgaptHas aHtu-HER2-tepanus

(Tpacty3ymab + nepty3ymal, TpacTy3ymad SMTaH3UH NpU Pe3UTyalIbHOU 00JIE3HN).
Oco6ennocts BRCA-accommuupoBanroro TNBC: npu Hanmuuuu pe3uayaibHOM

WHBA3UBHOM OITYXOJIM TIOCJIe He0aAbloBaHTHOM xumuotepanuu (ypT >1b w/umm ypN+

u/wim RCB II-111) — agwproBanTHBIN oamapu6 300 mr 2 pasa B CyTKH B TeucHHe |
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roga (OlympiA: cHWXKeHHE pHCKa HHBA3WBHOTO penuauBa/cmeptd Ha ~42 %,
CHIDKEHHE pucka cMepTu Ha 28—32 % 1o JaHHBIM JOJITOCPOYHOTO Ha0moaeHus 2024—
2025 rr.).

Meracratnueckniit HER2-neratuBabiii PMOK

- PARP-unru6uropsr — omnamnapu6 (300 mr x 2 p/cyt) wim Tanazonapud (1
MT/CYT) — HPEANOYTUTENbHBIN BHIOOP B IEPBOM JIMHHUHU MOCIIE TPOTPECCUPOBAHNUS Ha
anTpanukinuHax/Takcanax (OlympiAD, EMBRACA: 3HaunMoe MpeuMyIIiecTBO IO
PFS, ynyumenue OS y BRCA+).

- Ilpu ropmonozaBucumomM HER2-HeratuBHoM wmetactatuueckoM PMIK:
cHayaJsia SHJ0KpuHOTepanus + nHruouropsl CDK4/6, 3atem PARP-unru6utops! npu
IpOrpeccupoBaHuU (IIOCIEOBATEIBLHOCTD ONPENEIAECTCA UHIUBUTYAIbHO).

- BRCA-omyxonmu  JOeMOHCTPHUPYIOT  BBICOKYIO  UyBCTBHUTEIBHOCTh K
IJIaTUHOBBIM MpernapaTaM (KapOOoIIaTiH, HUCIUIATHH ) — YaCTO UCIIOJIb3YIOTCS 10 WIH
nocie PARP.

CkpunuHr U npodunaktuka y HocutTenbHUl] BRCA1/2 6e3 mMaHudectHOro
PMX

- Exxerognas MPT monounsix xene3 ¢ 25-30 net + mammorpadus ¢ 40 rer.

- Knunnueckuit ocmotp 1-2 pasa B roa.

- Ilpodunakrtuyeckass MACTIKTOMHUS W/WIM CATBIIUHTOO(POPIKTOMUS — 10
WMHJUBUTyJIbHBIM MTOKa3aHUSAM MIOCJIE 3aBEPIIECHUS PENPOTYKTUBHBIX IJIAHOB.

Jleyenrie MpOBOAUTCS MYJIbTUAUCUUIUIMHAPHON KOMaHJ0M (OHKOJIOT, XHUpPYypr-
MaMMOJIOT, KIIMHUYECKU T€HETUK, PaJIUOoJIOT, PENPOAYKTOJIOr P HEOOXOAUMOCTU
coxpaHeHus1 GepTUIHLHOCTH).

Pannee BwisBienne wmyrtanuun BRCA1/2 kapauHalibHO MEHSET TaKTHKY:
MO3BOJIAET ONTUMU3UPOBATh CUCTEMHYIO TEPAIUIO, MPEUIOKUTh TPOPUITAKTHUECKHE
OI€pally U CKPUHUHT POACTBEHHUKAM.

Ocobennoctu  teueHuss  BRCA-accounupoBaHHOTO  paka  TpeOyrOT
MEXIUCIUIUTMHAPHOTO MOJAX0a ¢ YYaCTUEM OHKOJOIOB, TEHETHUKOB U ICHXOJIOTOB.
HecMoTpst Ha arpecCUBHOCTB OIYX0JIEH, paHHEE BBISIBJICHUE U IPUMEHEHHUE TApPTEeTHOM
T€panuy 3HAYWTEIBHO YJIy4yllalOT I@pPorHo3. B To ke BpeMsa ocrarrcs
JMCKYCCHOHHBIMU BOTIPOCHI CPOKOB U 00bEMa MPOPUIAKTUUECKUX ONepalluil, a TaKxKe
JOCTYITHOCTH '€HETUYECKOTO TECTUPOBAHMUS.

3akirouenue

BRCAL/2-acconunpoBaHHbIii pak MOJIOYHOH JKEJI€3bI ABISCTCS KIMHUYCCKU U
Oouosioruyecku ocodoit hopmoii 3a6oeBanusi. COBpeMEHHbIE METOJIbI JUATHOCTUKH U
JIeYeHUS] TTO3BOJISIIOT A (HEKTUBHO YNPABIATh PUCKAMH U MOBBIIIATH BHIKMBAEMOCTh
MALHEHTOK.

PacmupuTh nporpaMMbl CKpUHUHIA U T€HETUYECKOTO KOHCYJIBTUPOBAHUS IS
IpyII BBICOKOTO pUCKA.
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AKTHUBHO BHEAPATH MOJIEKYJSPHO-TAPIeTHYIO TEPANUI0 B KIMHUYECKYIO
IIPAKTUKY.
[ToBbIcUTH MH(OPMUPOBAHHOCTH MALIMEHTOB O BO3MOYKHOCTAX MPO(QUIAKTUKI
HACJIEICTBEHHOTO paKa.
Pa3BuBaTh MynbTUAMCUMILUIMHAPHBIE LHEHTPHI Uil BeaeHust Hocuteneilt BRCA-
MYyTaLHAN.
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